Discussion
The association of anopthalmia/microphthalmia and esophageal atresia was first reported in 1976 by Schenk. 1 This association has often been called the AEG syndrome (anophthalmia, esophageal atresia, genital anomalies) due to the frequent additional finding of genital anomalies such as micropenis, cryptorchidism or hypospadis in males, 2 but not present in our patient. It has been Figure 1 Anteroposterior chest and abdomen together, demonstrating a nasogastric tube coiled in the proximal esophagus (curved arrow). Cardiomegaly is present with a right descending aorta (straight arrow). The pulmonary vascularity is decreased. The bowel gas pattern is normal. Only 11 rib-bearing vertebral bodies and four ossified sacral segments are present. An umbilical venous catheter is in place.
called also the SOX 2 anophthalmia syndrome 3 due to the frequent mutations and/or deletions found in the SOX2 gene. Genital anomalies are present in only 33% of reported AEG syndrome patients. 2 Vertebral anomalies, as present in this case, occur in B20% of patients. 2 There have been several attempts to subdivide AEG patients. They are divided into those with bilateral anophthalmia and those with unilateral, the latter usually having less severe associated anomalies. 1 Those with vertebral anomalies may have renal and radial anomalies, giving rise to the name VATER-like AEG syndrome. 2 There is frequent association of anophthalmia/microphthalmia-esophageal atresia association with CNS abnormalities, particularly hydrocephalus, absent septum pellucidum, holoprosencephly and dysgenesis of the corpus callosum.
1 Cardiovascular anomalies have also been described in several patients including patent ductus arteriosus (PDA) and ventricular septal defect (VSD). 1 The patient presented here has several features not previously reported in VATER-like AEG syndrome, namely imperforate anus, severe cyanotic heart diseaseFDORV with dysplastic pulmonic valve, severe subpulmonic stenosis, sublottic stenosis and choanal atresia. The presence of choanal atresia and subglottic stenosis is not a feature of the VACTERL or VATER association but is seen in the CHARGE (Coloboma, Heart disease, Atresia choanae, Retarded growth, Genital and Ear anomalies) syndrome. 4 The CHARGE syndrome itself is associated with esophageal atresia, 5 but not with microphthalmia/anophthalmia. The patient has not yet had SOX2 gene studies performed. SOX2 genes are totally deleted in about one-third of patients. The remainder have variable often point mutations or deletions. 3 This case expands the associated findings in patients with anophthalmia/microphthalmiaFesophageal atresia association to include additional VACTERL-like and CHARGE-like featuresFimperforate anus, cyanotic heart disease, choanal atresia and subglottic stenosis.
